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Acceptance of NBS
• How is newborn screening perceived by the rare disease 

population?

• Eurordis Rare Barometer survey with the Screen4Care 
project (Eurordis, 2024) 

• 6,179 people living with a rare disease and family 
members worldwide, 

• 5,569 of whom were living in Europe 

• 1,300 distinct rare diseases

• “Respondents’ answers confirm the strong support for 
newborn screening from the rare disease community. They 
also show that people living with a rare disease and their 
family members mostly see newborn screening as a way to 
alleviate the burden of the diagnosis odyssey and to 
enable parents to make informed choices for their child 
living with severe and early onset conditions, regardless of 
their access to a treatment or intervention.” 

• (Eurordis, 2024)



Acceptance of SMA NBS

• How is SMA newborn screening perceived by the public, parents, and 
adults with SMA? 

• Boardman et al. (Boardman F. K., 2018) online survey to families affected by 
SMA and the UK public. 

• 84%of the public were in favour of introducing SMA NBS, 

– mainly due to the belief that this would result in better health care and life 
expectancy for the affected infants. 

• The majority of SMA adults were also in favour of newborn screening (74%) 
(Boardman, 2018) as were a mixed population of families and adults (70%), 
despite preferring pre-conception and / or prenatal screening (Boardman, 
2017).



Acceptance of SMA NBS

• How is SMA newborn screening is accepted by the general population

• During the different pilots around Europe, the SMA test was proposed to 
parents with a short explanation of the disease

• In Germany and in France during the pilot and explicit acceptance was 
requested

• The rate of acceptance of the test was up to 95% by the new parents



After a positive screening

• The need of a quick answer

• The way the information is given to family is
crucial

• The timeline is very short between the 
positive screening and the first treatment

• Around 50% of babies with 2 copies show light 
symptoms after 3 weeks

• Parents are requested to answer as quickly as 
possible



Communication 

• The family is shocked

– Less than 20% of the doctor talk is memorised

– Importance to have a report or a paper after the first information 
before going back home

– The annoncement must be absolutly different from the usual way to 
announce SMA

• Few family doctors are able to give answers to the family

– Importance of a contact between the center of excellence and the 
local doctor

• Patient organisation are rarely contacted at this stage

• Very poor information about presymptomatic on internet

– Risk of misunderstanding







The rôle of Patient Organisation in communication

• Very few families contact the PO for a support on decision

• The contact arrives later with questions about the future 
development of the disaeses

• The Polish information paper



The role of SMA Europe

• How a patient organisation can accelerate the implementation of SMA NBS

• July 2020 creation of the NBS SMA Alliance

– Creation of tools

– Webinar

– Scientific conferences

– The white paper

• End of 2024 72% of the newborns are tested in Europe

• Harmonisation of practices

– ENMC meeting



Thank for your attention
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